Investigations: From the second sib only a very small amount of blood taken at autopsy was available, but a screening test revealed increased levels of the blood amino acids, especially glutamine, suggesting the possibility of hyperammonaemia. The third sib had raised levels of ammonia in blood, 850 ,ug/100 ml (normal 15-45 ,ug/100 ml), and in CSF 114 pg/100 ml (normal 15-20 ,g/100 ml). Paper chromatography of the urine revealed large amounts of argininosuccinic acid (1 g/100 ml). The plasma showed a high level of argininosuccinic acid (13 mg/100 ml) with raised levels of glutamine and glutamic acid. Argininosuccinase enzyme was absent in the red cells of the infant and low in those of both parents. Urea cycle enzymes were assayed in the liver obtained at necropsy. Argininosuccinase was absent but the other enzymes were normal.
The diagnosis of argininosuccinic aciduria is thus confirmed for the third sib, is highly probable in the second sib and is likely in the first. There may be a causal relationship between pulmonary hmmorrhage and argininosuccinic aciduria.
Case 2 Hyperammona?mia Boy, the first child of unrelated parents. Normal till 5 months and then, following an attack of bronchiolitis, failed to gain weight and began vomiting. Whilst in hospital he had a period of unconsciousness and his liver enlarged. He was treated with a glucose electrolyte mixture intravenously and recovered. Estimation of blood ammonia showed a level of 183 ,g/100 ml (normal 15-45 ,ug/100 ml). He was given a low protein high carbohydrate diet and began to gain weight although still on the 3rd percentile.
Investigations: Fasting blood ammonia levels have usually varied between 71 and 94 ,g/100 ml, rising to 189 ,ug/100 ml three hours after a meal containing about 9 g protein. More recently random levels have been between 60 and 160 ,ug/100 ml even on his low protein intake. Assays on the enzymes of the urea cycle in the liver as well as in the white cells show that the ornithine transcarbamylase is markedly deficient.
A full account of the investigations in both these types of urea cycle defect will be published elsewhere.
Fructosaemia [Summary] B Levin PhD MD and A D Jackson MD FRCP (Queen Elizabeth Hospitalfor Children,
Hackney, London)
Fructosemia is an uncommon inborn error of metabolism in which the underlying biochemical defect is a gross diminution or absence of the hepatic enzyme fructose-i-phosphate aldolase. A family is described in which all three children were affected.
Case 1 The first, a boy, was breast fed for seven days and wholly artificially fed from the eleventh day when he received 24 g of cane sugar daily. He began to vomit and to lose weight, became lethargic and later had intermittent convulsions. The liver was enlarged. There was a severe metabolic acidosis requiring a glucose electrolyte mixture for two days. Because fructosaemia was suspected all fructose-containing substances were omitted from the diet and he improved clinically and gained weight. Case 2 The eldest child, a boy, had been breast fed until 7 months when attempts to wean on artificial milk with added sugar led to persistent vomiting and anorexia. He was eventually by trial weaned on to a diet mainly of semolina with added salt. He developed complete aversion to sweet foods which tended to make him vomit and feel unwell. At 8 years of age there was no liver enlargement or any abnormal signs. Case 3 The third child, a girl, aged 6 years when first seen, was breast fed until 1 year because she refused feeds of cow's milk with added sugar and because of the elder brother she was also given semolina and salt. Her physical and mental development is normal and there is no liver enlargement.
In all three cases the diagnosis of fructoseemia was confirmed by an oral fructose tolerance test which caused a marked rise in blood fructose, a severe fall in blood glucose and in phosphate, and a rise in plasma magnesium.
These cases illustrate the two main categories of the illness. The introduction of fructose (sucrose) into the diet at under 6 months of age results in vomiting, anorexia, failure to thrive and evidence of hepatorenal dysfunction, sometimes with hypoglycoemic convulsions. The inclusion of fructose when the child is older results in an illness which is less severe, even asymptomatic, or presents as spontaneous hypoglycaemia.
A full account of these cases will be published elsewhere (Amer. J. Med., 1968, in press). Chromosomal Deletion Syndromes [Summary] L J Butler BSC MIBiOl and N E France MB FCPath (Queen Elizabeth Hospitalfor Children, Hackney, London) All known deletion syndromes were reviewed and data relating to the associated congenital malformations were presented. Three typical cases of the short arm deletion of chromosome No. 5 (cri-du-chat) syndrome were demonstrated, one of them having 45 chromosomes and a sporadic B5/D13 translocation. One of the two cases of short arm deletion of No. 18 syndrome, also shown, had 45 chromosomes and a sporadic G/18 translocation. Early diagnosis of the cceliac syndrome depends upon recognition of features other than those constituting the classical picture described in the older textbooks of pediatrics. An explanation for many of the cases presenting at younger ages may be the current fashion for feeding cereals during the first few months and sometimes weeks of life. Table 1 shows the age of presentation in 92 children suffering from gluten enteropathy among 134 with malabsorption suspected of this disorder.
The findings in infants presenting under 1 year of age are illustrated by the records of the following 3 cases of gluten enteropathy. Fig 1 shows the weight curves of these 3 infants each of whom had been given wheat cereals before 3 months, increasing to substantial amounts (in each case rusks in milk) before 4 months of age. They have been selected to contrast the course of 
